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STUDY SUMMARY eam— ———
Normal cornea Keratoconus
Identification of 36 genomic regions associated with keratoconus, a thinning of the cornea that can cause blindness. Changed shape of the cornea that is typically

observed in keratoconus.
YOUR RESULT STUDY DESCRIPTION

The cornea acts as the “front window® of the eye, allowing in light but also protecting against dirt and germs that could damage the inner parts of the eye. Keratoconus is a

disease that causes the thinning of this protective layer. Over time, the thinning of the cornea causes it to change its shape, which can eventually lead to diminished vision and

84th

blindness. While eye trauma is a leading cause of keratoconus, genetics also plays a role in many cases. To identify genetic factors associated with the onset of keratoconus, this

PERCENTILE
. . study analyzed genomic data of over 120,000 individuals of European, South Asian, and African ancestries. The scientists discovered 36 regions of the genome associated with the
ve average genetic
pradisposition to condition, many of which were newly identified in this study. In total, these variants may explain about 12% of the keratoconus heritability. Many of the identified variants are near
keratoconus

collagen genes [COLBAA, COL1A1, and COLBA1). Collagen is the main structural component of the cornea.

DID YOU KNOW?

The fastest-moving muscles in the bedy can be found in the eye. There are B eye muscles that enable us to perceive changes in the environment very quickly.

YOUR DETAILED RESULTS

To calculate your genetic predisposition to keratoconus we summed up the effects of genetic variants that were linked to keratoconus in the study that this report is based on. These variants can be found in
the table below. The varlants highlighted in green have positive effect sizes and increase your genetic predisposition to keratoconus. The variants highlighted in blue have negative effects sizes and decrease
your genetic predisposition to keratoconus. Variants that are not highlighted are not found in your genome and do not affect your genetic predisposition to keratoconus. By adding up the effect sizes of the
highlighted variants we caloulated your polygenic score for keratoconus to be -3.02. To determine whether your score is high or low, we compared it to the scores of 5,000 other Nebula Genomics users. We
found that your pelygenic score for keratoconus is in the B4th percentile. This means that it is higher than the pelygenic scores 84% of people. We consider this to be an above average genetic predisposition
to keratoconus. However, please note that genetic predispositions do not account for important non-genetic factors like lifestyle. Furthermaore, the genetics of most traits has not been fully understood yet

and many associations between traits and genetic variants remain unknown. For additional explanations, click on the column titles in the table below and visit our Nebula Library tutorial.

VARIANTD YOUR GENOTYPEC EFFECT SIZET VARIANT FREQUENCYC SIGNIFICANCED
rs2721061_T c/T 0.45 (1) % 571 x 10-%
rs3118618_A G/G 027 (-] 73% 1.83 x 1078
rs7N7921_T T/T 0.27 (1) 7% 1.09 x 10-28
rs4894414_T c/c 030 (-] 18% 121x 1028
rs12912010_T 6/T -0.31[4) 26% 1.99 x 10-28
rs36623808_A NA 0.66 (-] % 2.90 x 107
rs840464_T T/T 0.23 (1) 6% 172 x 10-20
rs11117401_A NA 0.24 (<) % 3.68 x 1020
rs1324176_T T/T -0.24 [4) 81% 260 x 10"
rs12616400 _T T/T 0.22 (1) B86% 316 x 1078
r#12603066_C G/@ -0.23 [-) 19% 223 x 107"
rs17286560_A AfA -018 [4) 1% 284 x 102
rs2143683_T T/C 048 (1) 30% 351x 1072
rsB68362_T T/C 018 (1) 6% 37 %1072
rs76747346_A AfA -0.56 [4) % 653 x 1072
rsA646786_T c/T -0.20 [{) 21% 9.01x10-2
rs142493024_A NA 0.76 (-) % 9.07 x 107
rs11146048 _A AfA 0417 (1) B 0.80 x 10-2
rs2417930_T T/C 046 (1) 32% 262 x 101
rs6106210_T c/c 047 (-) 39% 285 x 10"
rs6004450_A AfA -049 [4) % 6.44 x 10°"
rsBB161228_A G/6 -0.21(-] 18% 270 x 1070
rs1463379_T c/c 016 (-) 09% 3.32 x 107
rs1200108_A G/A -016 [4) % 462 x 100
rs116792882_T T/T -0.69 [4) % 482 %107
rs3782473_T T/C 047 (1) 76% .60 x 10°0
rs11634896_A AfA -0416 [4) % 7.88 x 10-0
rs11021221_A AfA 0.20 (1) 12% 1.48 x 10-9
rs17340879_T T/T -0.49 [4) % 1.77 x 10-9
rs66695660_T T/C 046 (1) 26% 292 x 109
rs2076666_C c/C -019 [4) % 336x107°
rs766878_T T/C 046 (1) B6% 401% 109
rs12948086_T c/c 047 [-) 21% 533 x 109
rs761276_A AjG -014 [4) % 8.02 x 102
rs76194223_T c/T 0.26 (1) % 176 x 108
rs117906623_T T/T -0.38 [4) % 180 x 10-8

N/A indicates variants that could not be imputed using the 1000 genomes project datasets and variants that have a frequeney of < 5%. Your genome was sequenced at 30x/100x coverage and is not imputed. However. to caloulate percentiies, we need to compare your data with other
users imputed data. To make the dats comparable, we need to exclude some of the variants from your data.






